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Background:  Even in the absence of a Marfanoid appearance, thoracic aortic changes of Marfans may be seen.
Methods:  A 30 year old female with prior mitral valve (MV) surgery for cleft MV at age 14 presented to the emergency room for 
progressive dyspnea without pain. A computed tomography (CT) of the chest was ordered to evaluate for pulmonary embolism, which 
showed an enlarged ascending aorta of 5.9 cm but no embolism. Cardiology was consulted. Physical exam revealed normal height, non-
Marfanoid appearing female, blood pressure of 184/79, normal S1 and S2 with S3 gallop, III/IV early-mid diastolic murmur, estimated 
jugular venous pressure of 9 mmHg, and warm extremities with +1 pitting edema. Transthoracic and transesophageal echocardiography 
(TEE) showed severe aortic insufficiency (AI) with severe dilation of ascending aorta, moderately reduced ejection fraction, and prior 
MV repair with moderate mitral regurgitation (MR). Aortic valve was trileaflet, poorly coapting but without apparent leaflet malformation. 
Dissection protocol CT revealed a small focal intimal disruption in the proximal arch without a flap. The patient’s mother reported a family 
history of Marfan syndrome, with multiple members having sudden death.
results:  It was decided to refer for valve sparing aortic root surgery to preserve her native valves and avoid long term anticoagulation, 
with expectation that MR would decrease once AI treated. While awaiting arrangements for surgery, she had new onset chest pain radiating 
to her back. Repeat CT scan was unchanged, with ongoing focal intimal disruption. She was transferred urgently that evening to a regional 
center of excellence, where a valve sparing aortic root replacement was performed, and intraoperative TEE post-procedure showed no AI 
and improved MR.
conclusion:  Recognition of aortic pathology can be delayed by unusual presentations without bicuspid aortic valve or Marfanoid 
appearance. Through careful history taking, examination, and imaging these patients can still be recognized and sent for definitive surgical 
treatment.
